
























研究成果の概要：In newborn screening using tandem mass spectrometry, in which more 
than 20 inherited metabolic diseases can be screened, screening markers were tested based 
on the patients’ data, and new second-tier tests were developed to detect particular patients 
who need early diagnosis and quick therapy. In addition, a useful method to confirm the 
diagnosis of fatty acid oxidation disorders was developed in the present study. Thus, this 
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尿症 6 例、シトリン欠損症 8 例、アルギニノ
コハク酸尿症 1 例、計 54 名の患者を診断し
た。即ち、我々の試験研究の患者発見頻度は













































































































































は標識 C14:1/標識 C12 比が上昇し、中鎖ア
シルCoA脱水素酵素欠損症では標識C8/標識
C6 比が上昇していた。これらのいずれの疾
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